This volume focuses on the rapidly growing topic of the physiology and pathophysiology of membrane surface receptors. Recent major advances in the cloning of receptors have permitted studies on structure and function, the discovery of new receptors and the identification of receptor and signalling changes as causes of human disease. The editors have been successful in bringing together a wealth of new information on hormone receptor systems for hormones ranging from adrenocorticotropic hormone to vasopressin. The authors are all experts in their subject and the book makes fascinating reading. Details of receptor gene studies abound, and the distinction between what we would traditionally regard as endocrinology and genetic studies is disappearing rapidly.
In their chapter on mutant insulin receptors, Krook and O'Rahilly give a fascinating review of insulin receptor mutations classified into five main types. Increasing severity of receptor dysfunction gives rise to overlapping clinical symptoms found in disorders ranging from type A insulin resistance to leprechaunism. Over 80 different insulin receptor mutations in human disease are listed, and one is left with a strong feeling that many more post-receptor defects will be added to the list in the near future.
The evidence that calcium acts as an extracellular as well as an intracelluar messenger is reviewed in the chapter on receptors for parathyroid hormone, calcitonin and extracellular calcium ions. Partial or complete "knockouts" of the calcium sensing receptor are associated with familial hypocalciuric hypercalcaemia and neonatal severe hyperparathyroidism respectively, while a form of autosomal dominant hypocalcaemia results from activating mutations. Guanine nucleotide binding proteins play a central role in many receptor systems by linking receptor stimulation to the generation of second messengers and control of ion channels. The final chapter draws together endocrine disorders Clin Biochem 1997; 34: 329-331 which are associated with G-protein mutations-pseudohypoparathyroidism, McCune-Albright syndrome and 'testotoxicosis', This book is a valuable addition to the series, which provides many excellent reviews on endocrine topics. It is to be recommended to clinical biochemists with a specialist interest in endocrinology and as a useful addition to departmental and hospital libraries. As long ago as 1980 Botstein presented the possibility of the first DNA based human gene map. The last 16 years has seen an explosion of information about the human genome. The pace of discovery has moved so fast that techniques of discovery have changed rapidly and continued to evolve-as have our ideas on the nature of the human genome itself. The terminology ascribed to these new techniques and ideas has resulted in a bewildering array of acronyms and technical terms. Human Molecular Genetics clearly and concisely brings the reader up to date with the current understanding of molecular biology and human genetics.
Ann
Chapters are succinct: peR is dealt with in only 16 pages, and subdivided into subject statements which help the reader by splitting complicated topics into easily readable chunks. Figures are well designed and complement the text to provide clarity. The chapters are grouped into six sections. The opening section introduces DNA, chromosomes and patterns of inheritance. This information has been updated for the 1990s and is definitely not to be skipped over. The next two sections cover molecular techniques, organisation of the genome, evolutionary aspects, nutritional instability, physical and genetic mapping. This section is rounded off with a chapter on the human genome project which provides a neat review of the preceding chapters, and shows how molecular and disease
